The cardinal features of the Balier-Gerold syndrome (MIM *21860) are craniosynostosis and radial aplasia. Only 12 cases have been published and these are roughly divisible into two groups:
cases without any additional abnormalities and cases with a broad range of additional features. We describe a boy with craniosynostosis and radial aplasia alone and highlight genetic counselling difficulties presented by a sporadic case of this rare syndrome.
Case report
The proband was born at term to non-consanguineous Scottish parents; the mother was aged 25 years and the father 33 years. The pregnancy was uneventful and the mother took no medications. Birth weight (3180 g) and head circumference (34-2 cm) were just above the 10th centile. Skull Genetic heterogeneity could possibly underlie the phenotypic variability exhibited by these few reported cases. Broadly, the published cases can be divided into two groups, those with craniosynostosis and radial defects alone and those with additional malformations. Cases in the latter group are particularly affected by growth and mental retardation and an interesting recent suggestion is that another autosomal recessive trait, Roberts syndrome, should be considered in the differential diagnosis, especially in cases with additional skeletal abnormalities and facial capillary haemangiomas.'0 The case we report falls into the former category and is more similar to the intellectually normal cases of Bailer and Gerold. Although the Baller-Gerold syndrome is allocated an asterisk in the autosomal recessive section of McKusick's catalogue, we are at present uncomfortable with the prospect of reassuring our proband that his own children have a negligible risk of being affected. More clinical and genetic data on this syndrome are required for genetic counselling purposes.
